CHUYEN PE 5: MOT SO LOAI BENH DI TRUYEN THUONG GAP

A. Ly thuyét vé dot bién
- Dot bién gen 1a nhing thay di trong trinh tu di truyén va ching 1a
nguyén nhan chinh cta sy da dang giira cac sinh vat.
- Dot bién c6 hai loai chinh:
+ Dot bién gen: 12 bién doi trong cu tric gen bao gdm thay thé,
lam mat hodc thém vao mot cap hodc mot doan hoac mdt cap nucleotide.
+ Dot bién NST: gom dot bién ciu trac NST va dot bién sb luong
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B. Mt s6 loai bénh di truyén
1. Harlequin-type ichthyosis.




- Pinh nghia: Harlequin Ichthyosis 1a mot tinh trang hiém gap anh hudng
dén da. bay la mot loai bénh da vay cé - dung dé chi mot nhom cac rdi loan
gdy ra tinh trang da c6 vay va kho man tinh trén khip co thé.

- Co ché:

+ Dot bién thay thé hodc mat nucleotit & gen ABCA12 trén NST sb

+ Ca bd va me déu mang gen lin ABCA 12 & NST s6 2
+ Ty 18 nhidém 1a 25% va nguoi mac bénh nay s& c6 cap Allele
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- Anh huéng: Ngan chin su van chuyén cua lipid & mang té bao. Ngin
chan su thanh lap clu tric mang Lipid ¢ thanh té bao. Do d6 tré em mic
bénh thuong c6 lan da kho cang ctig, nit sau, co nguy co nhiém khuan rat
cao kém mot sé nguy co khac.
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2. Phenylketonuria

- Pinh nghia: Phenylketonuria 12 bénh réi loan chuyén héa Phenylalanin
(Phe) thanh Tyrosine (Tyr) & ngudi, nguyén nhan do thiéu hut enzyme
phenylalanine hydroxylase (PAH). Sy réi loan nay gay thiéu hut Tyrosine - tién
chat quan trong dé san xut serotonin, catecholamin dan truyén than kinh,
melanine va hormone tuyén giap.
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- Co ché: Do d6t bién & doan gen ma héa enzyme PAH nam trén NST 12
gay ra (band ctia gen & vi tri 12022-024.2). Ty 1& nhiém 1a 25%,

- Anh huéng: Dot bién ¢ doan gen ma hoa enzyme PAH lam thiéu hut
PAH dé chuyén hoa Phenylalanin thanh Tyrosine khién cho Phenylalanine bi
tich tu qua nhiéu gay ddc. O mot sb dang bién thé cuia bénh, thay vi thiéu PAH,
thi co thé chiing ta thiéu enzyme dihydrobiopterin reductase - mot enzyme can
thiét cho viéc tai sinh BH2 thanh BH4 ( mét cofactor trong qua trinh chuyén héa
Phe thanh Tyr).

3. Hgi chirng Down
- Dinh nghia: H6i chiitng Down 14 bénh di truyén do thira mot phﬁn hoac

toan bd mot ban sao ctia NST s6 21 (thé ba). Nguoi bi Down luon ¢6 di¢n mao
kha gidng nhau va kha niang phat trién vé thé chat I4n tri tué cia ho rat kém.
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- Nguyén nhan:

+ Dot bién s6 lwong nhiém sic thé & NST s6 21 (95%)

+ Hoi chitng Down thé kham (Mosaic Down syndrome). Dy la
mot dang Down hiém gép, khi ngudi mac phai chi c6 mot s6 té bao cé thém ban
sao cua NST 21.

+ Translocation Down syndrome: la mot dang bénh khac hoan
toan so vo1 dinh nghia: x4y ra khi trudc hodc trong qua trinh thu tinh, mét doan
ctia NST 21 bi dinh vao mét nhidm séc thé khac. Nhitng dua tré mic dang Hoi
chimg Down nay thudng cé 2 ban sao ciia nhiém sic thé 21, nhung ciing c¢6 dic
diém di truyén ctia NST 21 ¢ cac NST khac

- Anh huéng: Tré bi bénh down thuong bi khiém khuyét vé mat phat trién
thé chét va tri tug.



